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KasaHckuii rocyaapCTBEHHbIN MEOVLIMHCKUIA YHUBEPCUTET

PaccmoTtpena npo0JieMa BUCIEPOKAPIMAILHBIX CHHIPOMOB Y JeTeil, CTPAIAIOIMX NATOJIOTHel KeJTyI0YHO-KHIIEYHOTO TPAKTA. BbI-
JieJieHbl HA0.TI01aK01muMecs y 00JIbHBIX KapauaibHble (heHoMeHbl. [1peaioxkena Kiaccu(puKanusi CHHAPOMOB, ONIUCAHDI MOIXO/bI K HX

JHAATHOCTHUKE U JICYCHUIO.

Katouesvle cnosa: demu, sucyepoxapouanbhuie CUHOPOMbL, 00Ae3HU JHcenyoOUHO-KUUEeHHO20 MPAKMA.

The problem of viscerocardiac syndromes is considered in children with gastrointestinal abnormalities. The cardiac phenomena ob-
served in the patients are identified. A classification of the syndromes is proposed and approaches to their diagnosis and treatment

are described.
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eATeIbHOCTh TMUIIEBAPUTEIbHON CUCTEMbl Ha-
I[xoumca MOJl KOHTPOJIEM BEreTaTUBHOU HEPBHOM
CHUCTEMbI, TO3TOMY MATOJIOTUSI KETYA0UYHO-KUIIEYHO-
ro TpakTa Bcerga Oblia 00beKTOM MPUCTATLHOIO BHU-
MaHUsl aroJIOreTOB TEOPUU HEPBU3MA.

B nmerckoii ractpoaHTeposioruu ¢ 80-x romoB Mmpo-
1IJTOrO CTOJIETUSI JOMUHUpPYeT KoHemnius H.A. beno-
koHb U M.B. KybGeprepa, coriacHo KOTopoil ¢pyHK-
LIMOHAJIbHBbIE PACCTPOMCTBA MUILIEBAPUTEIBHOU U
CEp/IEYHO-COCYUCTON CUCTEM SIBJISIIOTCS DPE3yJibTa-
TOM CHUHIpPOMA BEreTaTUBHOU AUCHYHKIIMU U HE Ha-
XOJSATCSI B TPUYMHHO-CJIEACTBEHHBIX OTHOILECHUSIX.
OpnHaKo MHOTOUYUCIIEHHbIE HAOIOEHUSI UHTEPHUCTOB
MO3BOJISIIOT KOHCTATUPOBATh CUTYAlLIMU, KOTJA MUIIE-
BapuTeJIbHAsI CUCTEMA SIBJISIETCS] HE TOJBbKO OOBEKTOM
BBICIIIMX BEreTaTUBHBIX BIUSIHUM, HO U MOXET ObITh
UCTOYHUKOM pedJIEKCOTeHHOI aKTUBHOCTU, PACIpPO-
CTpaHSIOIIENCSI HAa CEePIEYHO-COCYAUCTYIO CUCTEMY.
B nocnenHem cityyae mpUHSITO TOBOPUTH O BUCLEPO-
BETeTaTUBHBIX WK, B 00Jiee y3KOM CMBICJIE, BUCLIEPO-
KapAuaJIbHbIX CUHIPOMAX.

®akTopaMu, TMPUYMHHO-3HAUUMBIMMU IS Pa3-
BUTUSI BUCLEPOKAPIUATIbHBIX CUHIIPOMOB, SIBJISIIOTCS
cJenyolue:

1. TpurrepHasi aKTUBHOCTb BHYTPEHHMX OpIaHOB
(BUCLIEpAIbHBIN «BaryCHbII TPUITEP» IJIsI CEPAEUHO-
cocyaucToit cuctembl). OHa MOXeT ObITh TEeHETUYECKU
00YyCIIOBIIEHHO!, HO MOXET SIBJISITHCSI CJIEACTBUEM Iepe-
HECEHHOW TpaBMbl, OIlEPALIMU, BUPYCHOU MHPEKLIMU.
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2. JInuTeNbHbIM aHAMHEe3 WIM BbIpaxKEHHasl CUM-
MTOMAaTHUKa 3a00JI€eBaHMUSI OPTraHOB MUIEBAPUTETLHON
CHUCTEMBI.

3. PesunyanbHas 3HLedAaI0NaTus, Kak IpaBuio,
Ha (poHe MOoCaeACTBUII HAaTaJbHOI TpaBMBbI LIEHHOTO
OT/es1a MO3BOHOYHMKA.

4. IlcuxoBereTaTUBHBIM CUHAPOM (OT MUHUMAIb-
HBIX HEBPOTUMYECKUX TMPOSBICHUIN 10 COMaTU3UPO-
BaHHOI IETIPECCUn).

C KJIMHUYECKON TOUYKHU 3PEHUS] MOXHO BBIIEIUTD
JIBa BapUaHTa BUCLIEPOKAPIUAIBHBIX PEIEKTOPHBIX
cuHApoMoB. [lepBblif BKIIIOUAET MOSIBJIEHUE Kapauo-
BET€TATUBHBIX CUMIITOMOB Y IET€I C MATOJOTUEH XKe-
JIyTOYHO-KUIIIEYHOTO TpakTa 0e3 cepAeuHO-COCyau-
CThIX 3a00jeBaHMli. Takye CMMOTOMBI, KaK MPaBUIIo,
MPOTEKAIOT JOOPOKAYECTBEHHO, XOTSI W BBI3bIBAIOT
JIMAaTHOCTUYECKUE 3aTPYyTHEHUSI Y TACTPOIHTEPOJIOTOB
U HEepeaKo TPeOYIOT KOHCYIbTalluM Kapauosora. [1pu
JIPYrOM BapuaHTe HaOJI0JaeTCsl COYETaHUE MTATOJIOTU U
MUIIEBAPUTETLHOTO TPAaKTa U cepala (MUOKAPAUTHI,
MUOKApAUOAUCTPODUU, OYEHb YaCTO — UAMOMNATH-
YecKue HapylleHUsI pUTMa, Peliko — IUTUTATUCHAS
MHTOKCHUKaLMs, Kapauomuonatuu). HacnauBasich Ha
OCHOBHOE KapIHOJOTMYECKOE «CTPaJaHue» , BUCLIEPO-
KapauaibHble (hDeHOMEHBI CYIIECTBEHHO OCJIOXHSIIOT
€ro TeUeHMUe.

B pamkax BucuepokapAauaibHbIX CUHAPOMOB Mbl
BBIIEJISIEM CJIEAYIOIINE KapAuaibHble (PEHOMEHBI:

I. Kapauanruu.

II. Cunkorne (KapIMOMHIMOUTOPHbBIC WM Ba30-
JIeTIPECCOPHBIE).

III. 1. Bo3HUKHOBEHUE WU YCYTYOJIEHUE CUHYCO-
BOI1 OpaguKapaIuu.
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2. Bo3HUKHOBeHUE WIM YCUJICHUE MUTPALIMU BO-
JUTEJIsI pUTMa T10 MPEeACEPIUsIM.

3. Bo3HMKHOBEHHE 3aMElLAIIMX KOMILJIEKCOB
WY PUTMOB (U3 TIPEACEepAnil, aTPUOBEHTPUKYJISIPHO-
ro y3Jja).

4. BO3HMKHOBEHHE CHUHOATPUAIbHOU OJIOKAIbI
IT crenenu I Tuna.

5. Bo3HUKHOBeHUME WIM YCyTyOJeHue CTeleHU
ATPUOBEHTPUKYJISIPHOM OJIOKAbI, MOSBICHUE SITU30-
JIOB aTPUOBEHTPUKYJISIPHON TUCCOIIUALIUM.

6. Bo3HUKHOBeHMeE, yUallleHUe WX U3BMEHEeHUE Xa-
pakTtepa 3KCTPaCUCTOJIMU WY MapacuCTOINMU.

7. BO3HUKHOBEHHE IPUCTYIIa IMapOKCU3MaJbHOMI
TaXUKapauu.

Ecnu B cTpyKType XajloO y TaKuX MalleHTOB JIK-
JUPYIOT 00K B 00J1aCTU ceplia, TO HauboJee YacThl-
mu DKTI'-«HaxogkaMu» SIBJISIIOTCS. IUC(PYHKINU CUHY-
COBOTO y3JIa BarOTOHMYECKOTro xapakrepa. Hemanoe
CMYIIIEHUE Y TACTPOIHTEPOJIOTOB BhI3bIBACT MOBBIIIIE-
HUE DKTOMUYECKON aKTMBHOCTU MMOKapaa, a Takxke
BBISIBJICHUE JUCHYHKIUU aTPUOBEHTPUKYISIPHOTO
y3J1a, 4YTO B KOMOMHALIMY C AUC(HYHKIIMEH CMHYCOBO-
ro ysjaa TpeOyeT IpoBeneHUsl AuddepeHInaIbHOTro
IuarHosa c «OMHOmaJbHOW 0OoJie3HbIO». Haunbosee
3JI0KQUECTBEHHO MOTYT TMPOTEKATh XKEJTYIOYKOBbIC
MapoOKCU3MaJIbHbIE TaxXUKapAWU, B MPOSIBACHUM KO-
TOPBIX 3HAUMMBI BarycHble BAUsHUsI. Hanpotus, cy-
MPaBEHTPUKYJISIPHBIC TAPOKCU3MAaIbHbIC TaXUKaPIAUU
4yacTo MOJABJISIIOTCS BaTyCHBIMU pedieKcaMu, 4To 00-
YCJOBWIO BKJIIOUeHUE npuema BanibcaabBbl U Ipyrux
BaryCHbIX MPOO B aJITOPUTM JISUeHUS MPUCTYIA ITOM
ApUTMUU.

Enunoit xnmaccudukauuy BUCLEPOKapAUAIbHBIX
CUHAPOMOB He cyiiecTByeT, 1o MKbB-X oHu He mmd-
PYIOTCSI, TTOTOMY HUXKe HaMU MPEACTaBeHa IMOIMbITKA
pyOpudUKaIIUKM 3TUX COCTOSIHUM C MO3ULUU KIMHU-
YecKou (pr3UOJIOrUH.

Thoccogpapuneeanvruiii cundpom pa3BUBaeTCs y Ia-
LIMEHTOB B pPaMKax sI3bIKOIJIOTOYHO HEBpaJITMU U
MPOSIBJISIETCS] BOBHUKHOBEHUEM OOJIM U KapauoBere-
TaTUBHON CUMIITOMAaTMKWA B MOMEHT keBaHMs. O0-
JieryaeT AMarHOCTUKY BbISIBJIEHUE aHAJTOTMUHBIX CUM-
nToMoB Ipu obcienoBaHuu y JIOP-Bpaua (ocMoTp
MOJIOCTH HOCA, HAPY>KHOTO CIYXOBOTO XO/a), a TaKXKe
Maccax KapoTUIHOIO CHYca, ahdepeHTHAsI UMITYJIb-
calusi OT KOTOPOTO TOCTYIAET MO SI3bIKOTJIOTOUHOMY
HEpBY.

DzoghacokapduanvHuiii  cuHdpom  (330¢arajabHbIi
pedekc) BO3HMKAET MPU IJIOTAaHUU TIOTHOM MUILIU Y
OOJILHBIX C TMBEPTUKYJIaMU MUIIEBOAA, KapauocIas-
MOM, CTEHO30M IMMIIEeBOJA, T'PbIKE IMUILEBOIHOTO
OTBEpCTHSI, axaja3ueil KapJuu, a TakxKe Mpu racTpo-
a30(haraibHOM pedtokce. MoxXeT OTMeuaThCsl U Y
MPaKTUYECKN 30POBBIX JIUIL MPU TIOTAHUM OXJIaXkK-
JIEHHBIX COJOBBIX HAITUTKOB, KOJbI U T.II., KOTJA BbI-
CBOOOXIIEHME ra3a B MUIIEBOJE BbI3bIBACT €ro Auja-

Tanupo. Hauboee npaMaTUYHBIM IPOSIBICHUEM 3TOTO
CUHJpPOMA SIBJISIETCSI BOBHUKHOBEHUE aCUCTOJUU TIPU
MPOBENECHUY 330(haroracTpoCKOIUM.

Tacmpokapouanvubiii cundpom. B nurepatype ymo-
MUHaeTcs cuHApoM Po3eHbaxa — mpucTyn mapoKcus-
MaJIbHOM TaXWKapAuu, CBSI3aHHBIN ¢ pedIeKTOPHBIM
paznpaxkeHueM K. vagus TpPU 3PO3UBHO-SI3BEHHBIX
nopaxeHusx xenayaka. Ilog cunapomom Pemxenbma
MOHUMAIOT KapIUAJIbHYI0O CUMIOTOMATUKY MPU adpO-
¢aruu: pacTszkeHue mpocTpaHcTBa TpayOe BhI3BIBACT
TSATOCTHBIE OILYIIEHUS B 00JIaCTU cepAlla, YMEHbIIa-
IOIIMECS TIOC/Ie OTPBIKKU 1 UCYE3a0IIUe MOCe MpPo-
TUBOHEBPOTUYECKOU TEparuu.

JlyodenokapouanvHolil cUHOPOM MOXKHO OBLIO Obl
CUYUTATh YACTHBIM CITy4aeM TpeablAyIIero, HO UCKITIO-
YUTe/IbHAsI BaXKHOCTb JBEHANLIATUTIEPCTHON KUIIIKU B
BO3HUKHOBEHUU MEPUCTATBTUYECKOI BOJTHBI U BHICO-
Kasl pacrpOCTPAaHEHHOCTb JISIMOJIM03a MTO3BOJISIIOT BbI-
NEJIUTH €70 000CO0JIEHHO.

Xoaeyucmokapouanvuslii.  cuHOpoM W3BECTEH CO
BpemeH C.I1. boTkuHa, KOTOpPBII B JIEKILUSIX, IPO-
yuTaHHBIX UM B 1885—1888 rr. B Mmmeparopckoii
BOEGHHO-MEIUIIMHCKON aKageMUM, YyKa3blBaj, 4YTO
MPY XKETYHOKAMEHHOM KOJIMKE «...ObIBaeT U TaK, YTO
paccTpoiiCcTBO cepjlla HE COMPOBOXAAETCS OOJSIMU,
a TOJIbKO apUTMMEN U CWIbHBIM 3aTPYAHEHUEM [IbI-
XaHus...». B najibHeiilieM MHOTOUYMCICHHBIE MCCIIe-
JIOBaHUS XOJIELIMCTOKAPAUATBLHOIO CUHApPOMA IMpPO-
BOJWJIUCH TPEUMYIIECTBEHHO WHTEPHUCTAMU U B
OCHOBHOM Y OOJIbHBIX C >K€TYHOKAMEHHOI 00JIe3HBIO
U cTeHoKapaueit. HecMOTpsl Ha TO YTO CJIOXHBIN MO
CBOEMY MATOreHEe3y ITOT CUHAPOM MOXKET MPOSIBIISITh-
cs1 6osiee yeMm B 70 KIMHUYECKMX BapruaHTax, TEPMUH
MOCTENEeHHO TPaHC(HOPMUPOBAJICS B XOJELUUCTOKO-
POHAPHBIII CUHAPOM U «PAaCTBOPUWJICS» B MHOI'OYMC-
JICHHBIX MTyOTUKALIUSIX, TTOCBSIIEHHBIX UIIIEMUYECKON
0oJIe3HU cepala.

Hamu wuccnepoBaHust ToOKazajiu AUArHOCTUYE-
CKYI0 LIEHHOCTh MPOOBI ¢ MaHyaJlbHOU KOMIIpeccuen
KeJYHOro my3bipsl B xoae peructpanuu DKI'. Kom-
MPECCHUsI XKEeJTYHOTO My3bIPs (0COOEHHO MPU UCXOTHOMU
BHYTPUITY3bIPDHOW TUIIEPTEH3UM) BbI3BIBACT pasipa-
JKEHUE PELENTOPOB, UMITYJIbCAIUsI OT KOTOPBIX Mepe-
JlaeTcsl B KapAMOUHTUOUPYIOLIUI LIEHTP B MPOJOJITO-
BaTOM Mo3re. D hepeHTHBIN OTBET OCYIIECTBIISICTCS
MOCPEACTBOM H.Vagus W Peasiu3yercsl B AesITeIbHOCTU
cepilia B BUIE PA3INUYHBIX «BaryCHBIX» (DEHOMEHOB.
B cootBeTcTBUM ¢ KiIaccuduKanuein KapaualabHBIX
pednexkcon (B.H. YepHurosckuii, 1960), xoiaeuucro-
KapAuaibHbIN pediekc MOXHO OTHECTU K KaTeropuu
«COIpSIKEHHbIe pedIeKChl, 00YCIOBICHHbBIE aKTUB-
HOCTBIO JTIOOBIX IPYTUX PedIeKCOreHHBIX 30H».

A3pokoaus — pacTsKeHMe TOJICTON KMIIKU (TIpe-
MMYILECTBEHHO B 00JIACTU CEJIe3eHOYHOro yrjia) y
psila MalMeHTOB MOXKET TaKXKe CIIPOBOLMPOBATH BO3-
HUKHOBEHUE KapauaibHBIX (peHOMEHOB. leboTupys
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B IpyAHOM Bo3pacTe (MH(aHTUIbHbBIE KOJIUKU), T'U-
MEepMOTOpPHAst JUCKUHE3UST TOJICTOI KUIIKA Ha (poHe
MEeTeopu3Ma YacTo MPOTEKAET M0 TUITYy BEreTaTUBHOTO
KpH3a ¢ KapauaJabHON cuMInToMaTukoit. O6jeryeHue
MOCJIe OTXOXIEHUS Ta30B (HEPEeIKO — IOcje ra300T-
BOJHOI TPyOKM) UK Ha (poHE Tepanuu (epMeHTaMU,
CUMETUKOHOM WJIM CIa3MOJUTUKAMU CIOCOOCTBYET
MPpaBWIbHOI MHTEPIIPETALIMU 3TOTO (peHOMEHa.

Pexmanvro-6ecemamugnblii  cuHOpOM OTMEYAeT-
cs B TeX CJIydasiX, KOTJa TPUITEPOM MaTOJOTMYECKOM
UMITYJIbCALIMU SIBJISIIOTCSI Ta30BbIe TapacUMIaTUye-
ckue crieteHusi. CUHAPOM HabJomaeTcsl mpu Ipo-
KTOTEHHBIX 3aropax, a Takxe MPU JUarHOCTUYECKUX
MaHUIYJISIIUSIX HA MPSIMOI KUIIIKE (B TOM YuUCe Tpu
MOCTAHOBKE OUYMCTUTEIbHON KJIU3MbI MEpe] peHTre-
HOJIOTUYECKUM UCClIeloBaHuEeM). BaXHOCTh 3TOro
pedekca MogyepKuBaeT TOT (PakT, YTO MalIbLEBOE
pasnpaxeHue MPsSIMOM KUIIKKA MHOTJAA UCTIOJIb3YeTCs
JUIST KYMTUPOBAHUSI TIPUCTYIIA CYMPABEHTPUKYISIPHON
Mapokcu3MaabHOU Taxukapauu. OueBUAHO, 3TOT
CUHJIPOM BXOIUT B CTPYKTYpPYy HOUHBIX OOMOPOKOB,
CBSI3aHHBIX C ACUCTOJIMEN WU aTPUOBEHTPUKYJISIPHOM
0J10Kaloi BBICOKOI CTeNIeH! IIPU MOCEIIEHUU Tyase-
Ta B HOYHOE BpeMs. XOTsS 3TOT 0OMOPOK Ha3bIBAIOT
«HUKTYPUYECKHMM», Mbl CUMTaeM 0oJjiee MpaBUJIbHBIM
MMEHOBATH €T0 Syncope nocturnd.

Ilepumoneanvhoiii peghnexc Toabmua BcTpedaeTcst
TPY ONEPATUBHBIX BMENIATEILCTBAX HA OpraHax Oprol-
HOW TMOJIOCTH, KOTJa HEeJOCTaTOYHAsl aHeCTe3Usl WIn
OTCYTCTBHE aTPOMUHU3AIMY B COCTAaBE MPEeMeANKAIUN
MPUBOAAT K pehJIeKTOPHOI OCTAaHOBKE Cep/lia.

KakoBbl MeTon0/I0THYECKE TIOAXOAbl K JUArHO-
CTUKE BUCLIEPOKAPAUATBHBIX CUHIPOMOB?

Hapsmy ¢ oOueknmMHUuYecKuM o0ceqoBaHeM
UCKJTIOYUTETbHO BaXKHOE 3HAUYEHUE UMEET U3YyuyeHUe
BereTaTUBHOI peaKTUBHOCTHU (ITOUCK «vagus-trigger).
Hamu HabmogeHUsT Iokasaiud 1eJIeco00pa3HOCTh
BKJIIOUEHUST B KOMILJIEKC OOC/IeNOBaHUSI CIEAYIOIINX
po0 (00s13aTeIbHO — B Mpoliecce peructpanuu DKI
WA KapAMOUHTEPBAJIOTPAMMBI):

— KJIMHOOPTOMNpOoOa ¢ BIUUCICHUEM KO3 GUILIMEHTA

«30/15»;
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JleyeHue  BUcCLEpOKapAMAIbHBIX  CHHIPOMOB
oCTaeTcs OO0 KOHIAa He pellleHHOM TMpobjemoii. Mbl
cyuTaeM, YTO Teparus JoJKHA ObITh HalpaBjieHa Ha
pa3pbIB CIOXHBIX MaTOpedaeKTOpHbIX cBs3eil. [1pu
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Myramus 5650 G>A mutoxonapuansHoit TPHK Bbi3biBaeT pa3BuTHe MHONIATHH

The m.5650 G>A mitochondrial tRNA** mutation is pathogenic and causes a phenotype of pure myopathy
R. McFarland, H. Swalwell, E.L. Blakely, H. Langping, E.J. Groen, D.M. Turnbull, K.M. Bushby, R.W. Taylor

Neuromuscular Disorders 2008; 18: 63—67

ABtopsl u3 YHuBepcurera Hprokacna (BennkoopuTtaHusi) coOoOIIal0T O HOBOM (hopMe MpOKCUMaIbHON MUOIIATUH,
MPEATNOIOXKUTENIBHO STUOJOTUYECKHA U IMATOreHETUYECKH CBA3AHHOM ¢ MyTtaumein 5650 G>A MUTOXOHAPHUATLHOMN
TpaHcnopTHoit PHK. OcHoBOI1 noKa3areibcTBa CTajlo OMUMCAHUE CEMbU C MATEPUHCKUM TUITOM HAcJIe[IOBaHUS Jie-
dexkra. [Ipodbanm — 11-1eTHsS AeBoYKa, B 6 JIeT HayaBIlash MUCIIBITHIBATh BIOCISACTBUN HapacTaloliue TPYIHOCTH
MPY TTOIBEME T10 JIECTHUIIE U APYTUX (hr3uueckrx Harpy3kax. [Ipr ocMOTpe BbISIBJI€HBI CHUXKEHME MBIIIIEYHOM CUITBI
B IJIeyax 1 Oeapax, yMepeHHbIN OMi1aTepaibHbIi MTO3 6€3 oTaTbMOoTUIeru, HapylieHus: hyHKIUi 1uadparmel, OT-
CYTCTBUE HAPYIICHUIA CO CTOPOHBI APYTUX MBIIIILL, @ TAKXKE CO CTOPOHBI OPraHOB YYBCTB U ceplia. JJabopaTopHO orpe-
NIEJSIOCh YMEPEHHOE TMOBBIIIEHNE YPOBHSI KpeaTUHKMHA3bl B KPOBU. JleTalbHBIN CEMEWHBI aHaIu3 Mmokasas, 4yTo
MPU OTCYTCTBUU (hOPMAJILHOTO AUArHO3a HEPBHO-MBIIIEYHOTO 3a00J€BaHUS MOJ0OHbIE MPOOIEMbI, HO B MEHbIIEH
CTETICHU, ONIPEICIISUTACH Y €€ MaTepy U B MUHUMAJIbHOM CTENEH! Y 6aOYIIKY TT0 MATePUHCKOM JIMHUU.

I'MCTOIOrMYEeCKMIA aHAIU3 MBIIIIIBI TPOOaH/Ia BhISIBII 3HAUUTEIbHOE KOJMIeCTBO (>50%) MBIIIEYHBIX BOJIOKOH
CO CHUXKEHUEM aKTUBHOCTU MUTOXOHAPUATBLHOTO (hepMEHTA IUTOXPOMOKCUIA3bl, U HAKOTLIEHUSI MUTOXOHAPUIA MO/
CapKOJeMMOI MHOTHX BOJIOKOH. [Tpu OMoXuMUIecKoM aHain3e (hepMEHTOB MUTOXOHAPUI MBIIIICUHOM TKAH! OBLIO
00HapykKeHO CHIKeHNE aKTUBHOCTU | 11 IV KOMITJIEKCOB AbIXaTeIbHOM 1eTH. Takue ke MU3MeHEHUsI ObUIN YCTaHOBJIE-
HBI Yy MaTepy IIpoOaHIa, TOJBKO IIMTOXPOMOKCHIa3a-HeraTUBHBIX BOJIOKOH ObLIO erie 6osbire (>70%). badyika ot
OUOIICUHY MBIIIIEYHON TKAaHU OTKA3aJ1ach.

CeKBeHUPOBaHNE MUTOXOHIPUAIBHOTO TEHOMA Y IEBOUKH BBISIBUJIO BhIIIEYKAa3aHHYIO TOUKOBYIO MyTaluio. [1o-
CJIeAYIONIMI aHAIM3 TTOKa3aJl, YTO 3Ta MyTallus TeTepOIIa3MUYHa U IPUCYTCTBYET B OUE€Hb BLICOKMX KOHIIEHTPALIMSIX
(>95%) B MBIIIIAX, KPOBU, MOYE W IIIEYHOM SITUTETUU, HO 3HAUUTETLHO MEHBIIIE B BOJOCIHBIX (hosumkynax (10%).
Takue e pe3yJbTaThl MOJEKYISIPHO-TeHETMUECKOTO aHaIM3a MOJyYyeHbl PY 00CIeI0OBaHMU MaTepH, OHAKO y O6a-
OYIIKM YKa3zaHHAasl MyTallusl ONpenessiiach TOJIbKO B SMUTEIMOIIMTaX MOYEeBOTo TpakTa. Kpome Toro, uccienoBaHue
MYTallM¥ B OTACJIBHBIX MBIIIEYHBIX BOJIOKHAX ITOKA3aJ10, YTO B IIUTOXPOMOKCHIa3a-HETaTUBHBIX BOJIOKHAX €€ YPOBEHD
cocranisteT 99,0£0,29%, a B IUTOXPOMOKCHIa3a-MIO3UTUBHBIX — 87,612,26%. ABTOpHI OTMEUAIOT, YTO paHee yKa-
3aHHasi MyTalysl ObL1a BbISIBJIEHA TOJBKO Y OMHOTO 00JBHOTO ¢ ayTOCOMHO-IOMUHAHTHOI MO3TOBO# apTepruonaTuei,
cyOKOpTUKaIbHBIMU MH(apKTamu 1 jelikosH1edanomnarueit (CADASIL). Takum o6pa3zom, HacTosiiee cooOIeHne
MpeCTaBIsIeT COOO0I MepBOe ONMUCAHUE UCKITIOUUTETLHO MUOTIATUIECKOTO (heHOTUTIA TPY STOW MyTalIUH.

Pedepent B.C. Cyxopykos
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